strong hybridisation signals were observed in the patient. They showed a normal chromosome and the ring chromosome with a chromosome 18 centromere ( fig 3) .
Discussion
Our patient with a non-mosaic 46,XX,r(18) karyotype presented the characteristic symptoms of the ring chromosome 18 syndrome.'
The phenotypically and mentally normal mother had a low percentage of partial trisomy 46,XX/47,XX, + r(18) mosaicism in her peripheral lymphocytes and had transmitted the ring chromosome 18 to her daughter. At least two of her cell lines were affected: peripheral lymphocytes and germ cells. In accordance with various published data the mosaicism in the mother may have originated from a trisomic zygote generating normal diploid cell lines through mitotic non-disjunction events.89 So far, only four cases with full trisomy 18 mosaicism and one case with an additional small ring chromosome 18 in peripheral lymphocytes/fibroblasts, combined with normal intelligence and non-specific dysmorphism, have been described.""'4 The significance of the trisomy 18 may depend on the cell line in which the genes are expressed.
In summary, no previously published case has shown a syndrome with a ring chromosome 18 which was transmitted from a phenotypically and mentally normal mother with a 46,XX/47,XX, + r(18) karyotype. Careful chromosome analysis should rule out parental mosaicism which may contribute to a recurrent risk of giving birth to a child with either partial trisomy or monosomy of different regions of chromosome 18.
